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MASP1 gene
mannan binding lectin serine peptidase 1

Normal Function

The MASP1 gene provides instructions for making proteins that are involved in a series
of reactions called the lectin complement pathway. This pathway is thought to help
direct the movement (migration) of cells during early development before birth to form
the organs and systems of the body. It appears to be particularly important in directing
the migration of neural crest cells, which give rise to various tissues including many
tissues in the face and skull, the glands that produce hormones (endocrine glands), and
portions of the nervous system. After birth, the lectin complement pathway is involved in
the immune system.

Three different proteins, MASP-1, MASP-3, and MAp44 can be produced from the
MASP1 gene, depending on how the gene's instructions are pieced together.

Health Conditions Related to Genetic Changes

3MC syndrome

At least 10 MASP1 gene mutations have been identified in people with 3MC
syndrome, a disorder characterized by unusual facial features and a variety of
problems affecting other tissues and organs of the body. The MASP1 gene mutations
that cause 3MC syndrome affect the MASP-3 protein; some affect the MASP-1
protein in addition to MASP-3. The protein changes result in faulty control of cell
migration in embryonic development, leading to the various abnormalities that occur
in this disorder. Researchers suggest that the existence of parallel pathways in the
immune system that can compensate for problems in the lectin complement pathway
account for the absence of immune system problems in 3MC syndrome.



Chromosomal Location

Cytogenetic Location: 3q27.3, which is the long (q) arm of chromosome 3 at position
27.3

Molecular Location: base pairs 187,216,085 to 187,292,220 on chromosome 3 (Homo
sapiens Annotation Release 108, GRCh38.p7) (NCBI)

Credit: Genome Decoration Page/NCBI

Other Names for This Gene

• 3MC1

• complement-activating component of Ra-reactive factor

• complement factor MASP-3

• CRARF

• CRARF1

• mannan-binding lectin serine peptidase 1 (C4/C2 activating component of Ra-
reactive factor)

• mannose-binding lectin-associated serine protease 1

• mannose-binding protein-associated serine protease

• MAP1

• MAp44

• MASP

• MASP3

• PRSS5

• Ra-reactive factor serine protease p100

• RaRF

• serine protease 5
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https://www.ncbi.nlm.nih.gov/gene/5648
https://www.ncbi.nlm.nih.gov/genome/tools/gdp


Additional Information & Resources

Educational Resources

• Immunobiology (fifth edition, 2001): The mannan-binding lectin pathway is
homologous to the classical pathway
https://www.ncbi.nlm.nih.gov/books/NBK27100/#A170

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28%28MASP1%5BTIAB%5D
%29+OR+%28mannan-binding+lectin+serine+peptidase+1%5BTIAB%5D
%29%29+OR+%28%283MC1%5BTIAB%5D%29+OR+%28CRARF%5BTIAB%5D
%29+OR+%28MAP1%5BTIAB%5D%29+OR+%28MASP3%5BTIAB%5D%29+OR
+%28MASP%5BTIAB%5D%29+OR+%28MAp44%5BTIAB%5D%29+OR+%28Ra-
reactive+factor+serine+protease+p100%5BTIAB%5D%29+OR+%28RaRF
%5BTIAB%5D%29+OR+%28complement+factor+MASP-3%5BTIAB%5D%29+OR
+%28complement-activating+component+of+Ra-reactive+factor%5BTIAB%5D
%29+OR+%28mannan-binding+lectin+serine+protease+1+isoform+1+precursor
%5BTIAB%5D%29+OR+%28mannan-binding+lectin+serine+protease+1+isoform
+2+precursor%5BTIAB%5D%29+OR+%28mannan-binding+lectin+serine
+protease+1+isoform+3+precursor%5BTIAB%5D%29+OR+%28mannose-binding
+lectin-associated+serine+protease+1%5BTIAB%5D%29+OR+%28mannose-
binding+protein-associated+serine+protease%5BTIAB%5D%29+OR+%28serine
+protease+5%5BTIAB%5D%29%29+AND+%28%28Genes%5BMH%5D%29+OR
+%28Genetic+Phenomena%5BMH%5D%29%29+AND+english%5Bla%5D+AND
+human%5Bmh%5D+AND+%22last+1080+days%22%5Bdp%5D

OMIM

• MANNAN-BINDING LECTIN SERINE PROTEASE 1
http://omim.org/entry/600521

Research Resources

• Atlas of Genetics and Cytogenetics in Oncology and Haematology
http://atlasgeneticsoncology.org/Genes/GC_MASP1.html

• ClinVar
https://www.ncbi.nlm.nih.gov/clinvar?term=MASP1%5Bgene%5D

• HGNC Gene Family: Proteases, serine
http://www.genenames.org/cgi-bin/genefamilies/set/738

• HGNC Gene Family: Sushi domain containing
http://www.genenames.org/cgi-bin/genefamilies/set/1179
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